Ataxia telangiectasia (AT) is a rare autosomal recessive disorder caused by mutation in the Ataxia telangiectasia mutated (ATM) gene. This disorder is characterized by progressive cerebellar ataxia, telangiectasia, immunodeficiency and a predisposition to leukemia/lymphoma. In this study, we investigated a family with a new mutation in ATM, confirmed by molecular genetic test.
AT is also characterized by sinopulmonary infections, radiosensitivity, early aging, chromosomal instability and a predisposition to leukemia/lymphoma. It is often misdiagnosed in early childhood, before the development of a full clinical picture. The first signs of the disease are movement disorders with different severity. The incidence of AT is 1/40000-100000 cases, but in several populations, the incidence is considerably higher due to founder mutations (4-6).
The initial clinical description of AT disease is reported earlier (7) . Three adolescent Czech siblings were described with progressive chorea, dystonia, and ocular telangiectasia. Later, a 9-yrold child was described with progressive cerebellar ataxia and bilateral oculocutaneous telangiectasia in details (8) . The term ataxia telangiectasia was introduced in 1958 and recognized as autosomal recessive mode of inheritance for the disease (9).
The disease is sometimes referred to as BoderSedgwick syndrome. Different groups have reported case series of AT patients (9) (10) (11) (12) (13) (14) .
AT is caused by mutations in the Ataxia telangiectasia mutated (ATM) gene, consisting of 66 exons, in chromosome 11 (11q22.3). A 370 kDa protein encoded by ATM gene is an important checkpoint kinase which is one of the most important controllers of cell cycle checkpoint signaling pathways required for cell response to DNA damage and for genome stability. Therefore, nuclear genomic instability resulting from loss of this function is regarded as a major mechanism underlying the pathology of AT (5, 15) .
In contrast to ARCAs, autosomal dominant cerebellar ataxias are characterized by late onset spinocerebellar ataxias and episodic ataxias (16) .
In this study, we investigated a family with a new mutation in ATM, confirmed by molecular genetic test.
Materials & Methods
In 2016, an 8-yr-old boy born of a consanguineous marriage was admitted to the Kerman University We found congestions in both eyeballs (Figure 1) which appeared between 5 and 6 yr of age and nystagmus. He showed also Café au lait spots. His intelligence was normal and he was cooperative.
Writing was affected by age 7 year. Deep tendon reflexes were slight but present.
A genetic counselor explained the objectives and aims of the study to participants. Written informed consents were obtained from subjects. 
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